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 Abstract    
Langer-Giedion Syndrome (LGS), with characteristic phenotypic features including craniofacial dysmorphic signs, 
postnatal growth retardation and skeletal abnormalities, mental impairment, urogenital malformations and heart 
defects, is caused by partial deletions of the long arm of chromosome 8. 
We present a case of a female fetus with LGS. The diagnosis was molecularly proven with  the BACs on Beads™ 
method at 32 weeks of gestation. To the best of our knowledge, prenatal recognition of that genetic defect had 
previously been made in only one case. Also, it has never been described before. 
 Słowa kluczowe: LGS / prenatal diagnosis / molecular methods / BACs-on-Beads /
 Streszczenie    
Zespól Langera Giediona (LGS) jest spowodowany  mikrodelecją w obrębie długiego ramienia chromosomu 8. Na 
różnorodny pourodzeniowy fenotyp zespołu skladają się: charakterystyczne dysmorﬁe twarzy, zahamowanie wzro-
stu z deformacjami ukladu kostnego, dysfunkcją umysłowa, zaburzenia ukladu moczowo-płciowego i wady serca.
Prezentujemy przypadek żeńskiego płodu z LGS, zdiagnozowanego prenatalnie w 32 tygodniu ciąży za pomocą 
metody cytogenetyki molekularnej BACS-on-Beads. W dostępnej nam literaturze znaleziono jedynie jeden przy-
padek zdiagnozowany prenatalnie, jednak po raz pierwszy opisujemy diagnostykę tego zespolu z zastosowaniem 
wymienionej metody.   
 Słowa kluczowe: LGS / diagnostyka prenatalna / metody molekularne / 
      / BACs-on-Beads /
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Figure 1. Characteristic facial features, improperly set and maximally rotated ears 
of the fetus.
 
Figure 2. Characteristic facial features with ankyloblepharon of the fetus.
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Discussion   
??? ???????? ???? ??? ???? ?? ????? ??? ????????? ?? ??? 
literature have ??? ???? ?eleti?? at ??2??1, ?ith the ?h?rte?t 
?????? re?i?? ?? ?eleti?? ?verla? i? ???1 a?? ???? ? ?e?e? 
?1??  ???? ?? ?i??er? ?r?? ? a?? ??? ?? ?tru?tural a???r?alit? ?? 
?hr??????e ? a?? ?ru?ial ?he??t??e ?eature? i? livi?? ?hil?re?, 
?herea? ???? ? a?? ??? are the re?ult? ?? the ???i?a?t ?e?e ??i?t 
?utati???1?,1?? 
??li?e ???? ? a?? ???, ?a?e? ?? ???? ?? are u?uall? ???ra?i? 
a?? ???t ?r??a?l? the ri?? ?? the ????r??e i? the ??ll??i?? 
?re??a??ie? i? ??t ?i??i??a?tl? elevate??
???1 ?e?e ?eleti?? ?au?e? the ?hara?teri?ti? e???t??e? ? the?e 
e???t??e? ?ere ??t ?ete?te?  i? ?ur ?a?e??? ?he? ?r??a?l? ?evel?? 
later i? li?e? ?e ?i? ??t ?ete?t the ?ai? t??i?al ?a?ial ?eature? ?? 
???? ??, ?ut ?a?i?all? r?tate? ear? a?? a???l??le?har?? ?re? 
 
Figure 5. Part of the result of the BACS-on-Beads analysis showing loss of the four critical regions characteristic of LGS microdeletions.
 
Figure 4. Large ascites of the fetus. 
 
Figure 3. The cyst localized above a structurally normal bladder (arrow).   
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?ur atte?ti?? a? u?t??i?al ?i??? ?? ???? ????? Similarly, we did not 
?nd multi?le ??eletal ?atholo?i? ?i?n? that al?o are ?hara?teri?ti? 
o? ???S ???1?,1?? 
?he ?iant a?dominal ?y?t wa? an im?ortant ?i?n in ?etal 
dia?no?i? a? ?u?h ?y?t? u?ually re?ult ?rom a?normal develo?ment 
o? the ?audal ?art o? the me?one?hri? du?t? ?ydrometro?ol?o? i? 
an a??idental ?eature in livin? ?hildren with ???S ??, ?imilarly 
to va?inal atre?ia? ?t i? not ?nown i? thi? i? a re?ular ?eature in 
?etu?e? with ???S ???  ?n our o?inion, ??S ?hould ?e li?ted 
amon? ?eneti? ?yndrome? with va?inal?uterine atre?ia??2?? 
?ydrometro?ol?o? re?ultin? ?rom va?inal atre?ia i? e?tremely 
rare in ?emale ?etu?e? ? 1?1?????1?,1?,1?,1??  ?ur ?u??i?ion that the 
?y?t wa? in ?a?t hydrometro?ol?o? wa? ?on?rmed ?y the auto??y?
??S i? ?u?h a rare mi?rodeletion that it? ?re?uen?y in 
?etu?e? and live new?orn? remain? un?nown?20 This syndrome is 
e?tremely di???ult to dia?nose ?y ultrasound ?e?ause it does not 
have any s?e?i?? ultrasound mar?ers? ?es?ite the ?a?t that ??S? 
veri??ation is ?easi?le, the ?hoi?e o? ?re?isely tar?eted ??S? is 
?ra?ti?ally im?ossi?le? ?nly a dia?nosti? te?hni?ue that veri?es 
many ?ossi?le mi?rodeletions simultaneously ?ives a ?han?e o? 
identi?yin? su?h rare anomalies? The new ?o?s analysis is an 
e?am?le o? a method whi?h o??ers a ?ossi?ility o? simultaneous 
sear?h ?or ty?i?al aneu?loidies and dete?tion o? nine ty?i?al 
mi?rodeletions, in?ludin? ??2??1, and the ?om?lete ?anel o? all 
subtelomeric and near centromeric aberrations in the short and 
lon? arms o? all chromosomes? The method enables the detection 
o? many ?reviously undia?nosed microaberrations in a sin?le test? 
?urthermore, it is use?ul in analy?in? miscarria?es and s?eci?yin? 
real ?re?uency ??S, as well as in other similar syndromes in 
?re?nancy?21,22,2?,2??
To the best o? our ?nowled?e, ?renatal dia?nosis o? ??S 
with the use o? the ???s?on??eads techni?ue has never been 
re?orted in the literature so ?ar?
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